We report a 3 month old boy with tetraploidy, found in peripheral blood and skin fibroblast cultures, withseverelydelayedgrowth andneurodevelopment, and with a cleft lip; these findings have not been described before. This report brings to seven the total number of liveborn infants with a 92,XXYY karyotype.
Tetraploidy, the existence of four complete sets of chromosomes, has been reported infrequently in liveborn infants. To date, there have been six cases of full tetraploidy published. All these cases have been associated with multiple congenital defects and survival varies from hours to 22 months. We present a 3 month old infant with multiple congenital anomalies and tetraploidy.
Case report The proband (figure) was the first child of a 19 year old mother and 25 year old father. There was no family history of consanguinity, multiple abortions, congenital malformations, or mental retardation. The mother took medication for headaches during early pregnancy. The patient was delivered vaginally at 37 weeks of gestation, weighing 1900 g.
Physical examination showed a small for dates male infant with a flat occiput and short palpebral fissures. The ears were low set and had a rudimentary preauricular appendage on the right. Bilateral coloboma and left cleft lip with complete cleft palate were also evident. There was arachnodactyly of the hands (with low set thumbs) and feet and cutis marmorata of all the skin. He had normal male genitalia.
Ultrasound examination showed a normal abdomen with kidneys of normal shape and size, although serum creatinine was raised (around 88 pmol/l). 
